CuHapoMm
KnanHdenbrtepa

BoinonHunna: crygeHTtka 60 rpynnbl
LLlabaeBa Xean MoBcapoBHa




CuHppom KnanHdenbrepa - 310 reHeTMYecKkoe 3abonesaHue,
BCTpeyvaloLLieecs TOMNbKO Y MYXXYNH U XapaKTepusytoLleecsa Hanmyinem B s
KapuoTune ogHOW UNU HECKOSTbKUX OAOMNOMHUTENBbHbLIX X - XPOMOCOM . 1%

CuHgpom Oblin1 BriepBble OTKPLIT B 1942 rogy AokTtopom [lappu
KnanHdensrepom .

[laHHaa naTonorna aBnsieTcss OAHMM U3 CaMbIX PacnpPOCTPAHEHHbIX
XPOMOCOMHBIX 3aboneBaHnn B Mupe. B cpegHem CMHOpPOM
KnanHdenestepa BcTpeyaetcsa ¢ Yactotom 1:500 — 1:600 cny4aes. PI/ICK
pa3BUTUS 3aboreBaHns yBENMMUMBAETCS C BO3PACTOM pPoAUTESNEN.

DI3BNLNY 39Q0UE6BIHNY ABELUNANBIGELCYH C BO3bgcLon boTNLeUEN'
KUSINH(peurPLebg BCLb6AI61CH C ASCLOLON |:R00 — 1:200 CUAAIEB" KLNCK
XDOWOCOWHPIX 39Q0UEBIHNN B WNb6" B cbeTHen CNHTbOW

J9HHIY UILOLOLNY ¥BUY6LCH OTHNIN N3 CSIWPIX bgcubOCLbIHEHHPIX




reHoMe NPUCYTCTBYET 23 Napbl XPOMOCOM: 22 napbl ayTOCOMHbIX
XPOMOCOM, a TakXe napa nosioBbiX XpoMocoMm X n'Y.

Y % WNH MPUCYTCTBYIOT BE X-XPOMOCOMbI, Y MYX4YNUH — X- N Y-
_ Xpomacowmbl. [1pn cuHapome KnavHgenstepa y My>K4YnHbI NPUCYTCTBYET Y-
“Xpomocoma 1 1, 2 unu 6onee X-XpoMoCOM.




Buabl cnHapoma

- OpHa pononHuTenbHast Xxpomocoma (kapuotun 47XXY). [JaHHbIN BUA, ABNSIETCS
KIlaCCUYeCKNM, BCTpPEeYaeTCs Yalle BCero;

~ J[1Be ponosnHUTenbHble XPOMOCOMbI (KapnoTtmn 48XXXY);
~ Tpw gononHuTenbHbie XPOMOCOMbI (KaproTmn 49XXXXY);

~ OpHa pononHuTenbHaa X-XpoMocoMa U ogHa NULIHAA Y-XpomMocoma (kapuoTun
48XXYY);

~ Mo3sau4yHasa dopma (AONONHNTENBHYD X-XPOMOCOMY UMEKT TONbKO YacTb KIETOK
opraHuama). Kapunotmn 46XY/47XXY.




OTNOSO

To4Hble NpnyKHLI cuHapoma KnanHdensrtepa npaktnydeckm He naydeHsol. [laHHbie O
HacrneacTBeEHHOCTU 3aboneBaHnA He AoKa3aHbl. BONbLMHCTBO YYEHbIX CKIMOHSOTC

K HEBO3MOXHOCTM HacneacTBeHHOro dhaktopa, T.K. 60MbLLUNHCTBO MY>XYMH C AAaHHbIM
cCUHapomom 6ecnnogHsbl.



KnnHnyeckas kapTuHa

Knaccuyeckumn cumntom KnanHdensrepa MOXeT  NpOABMATLCS
PasnNMYHbIMU NPU3HaAKaMK, NPOABMALMMNCA B pa3HOM BO3pacT

OTCyTCTBHME
BONOC Ha Nuue

OTCYTCTBME BONOC

HATEHE YIKHME NNedm

PaszeuTHe
MONOYHbBIX XEnes

¥3kune beapa
OsonNoceHHe

No XEeHCKOMY THUNY o

Hebonewo#h

pPasMep An4eKx ANWHHBIE HOTH

M PYKH



PaHHWe nposaBneHuns
CUHOpoMa

BnaronpusitHoe TeyeHne 6epeMeHHOCTMU, YTO OTIINYaEeT
NaHHOe 3aboneBaHne OT APYrMX XPOMOCOMHbIX 3aboneBaHni;

Bbicokum pocT (3HaunTenbHasa npubdasBka B Bo3pacTte nocne 5 ne

HenponopuuoHanbHoOe TenocnoXxeHue (4JIMHHbIE HOTU, BbICOKA
TOHKas Tanus):

He3HauuTenbHaa 3agepxka peyeBoro pa3BuUTUS;
Bo3MoXHble TPYAHOCTU BOCNPUATUA MaTepuana Ha cnyx.



[lo3gHKMe npoaBneHUs

CMH’,ﬂ PM3HaKOB 3aboneBaHns NOSABMAETCA B NOAPOCTKOBOM
BO3pacTe:

~ ['MHeKomacTuaA (yBenuyeHne rpyaHbIX XKenes, CoxpaHsitoLleecs B
TeyeHne ANUTENbHOIo BPEMEHN);

-~ AHApOreHHas He4oCTaTOYHOCTL, Bbi3BaHHasA MOCTENEeHHOM
aTpodhuen anyvek (CkyaHas pacTUTENbHOCTb Ha Terne 1 nuue,
OBONOCEHME fT0DKa Mo XEHCKOMY TUMy, NONMHOE OTCYTCTBUE
crepmMaTo30omaoB, N3bbITOYHbIN BEC, YMEHbLLUEHWE sinyek). B bonee
3penom Bo3pacTe (nocne 25 neT) My>X4nHbl HepeaKo NPeabABNAIOT
Xanobbl Ha CHUXXEHWE NOSTIOBOro BNEYEHUSI 1 UMMNOTEHLNIO;

~ Bblcoknn pocT (Bbiwe 180 cM), ANTUHHbIE HOIWU.




MHTennekTyanbHoe 1 ncuxuyec
pa3BUTUE

KoadhdpumumeHT nHutennekta sapmaderneH: oT cpegHero 40 BbICOKOro
YPOBHS;

Bo3MOXXHble TPYAHOCTU C BOCNPUATHUEM Ha CryX OonbLUMX 06beMOB
maTepuana;

CnoXHOCTM C NOCTPOEHNEM ANTMHHbIX rfPaMMaTUYECKUX pas;

CKNOHHOCTb K NOHMXXEHHOW CaMOOLIEHKE, NOBbILLEHHAs
YYBCTBUTEJIbHOCTD;

CKNOHHOCTb K afkoronmamy 1 HapkomaHum (TO4YHO He JokasaHa



[lnarHocTtuka

B cBA3K co ckygHoM cnumntoMaTmkon cuHapom KnamHdoensrepa OTHOCUTCA K MO34HC
AnarHocTupyemMblM 3aboneBaHuAM BNNOTb 40 Bo3pacTa NOoBOro co3peBaHns,.

OaHaKo Kak MOXXHO paHHEE BblABJ1IEHNE 3aboneBaHus Urpaet OFDOM [y
npeaynpexgeHnm BO3MOXHbIX OCITOXXHEHUN (Hanpmmep 3ap,ep>|<|<a
NMNCNXmyeckKkne OTKJ'IOHeHI/IFI)

HOro pa3Bu

[ins noaTeepxaeHus AnarHosa pellaroLiee 3Ha4yeHne MMeeT o TaBa

XPOMOCOM (KapuoTUnMpoBaHUE).

OyYeHb BaXXHbIM AMarHOCTUHECKUM TECTOM SIBMSIETCS Onpeaer
FOPMOHOB, NPV 3TOM KOHLIEHTPALUS TECTOCTEPOHA bl
npenenax HopMbl (4TO He nckrnovaeT 3abonesaHne)
chonnukynoctumynupyiotiero (PCI) u noTenHN3VpioE
HOpMY.

N3 pononHUTenbHbIX METOO0B UCCNENOBAHUSA NCMNoJib3y

-~ onpegeneHne NIoTHOCTU KOCTHOW TKaHW (AeHCcUToMeTpis)
-~ onpeaeneHne akTMBHOCTM CNepMaTo3oMaoB (CrepMOrpa

= OUEeHKa BblIpa>XeHHOCTU OXKNPEHUA;



JleyeHne

Cneuundunyeckoe neyeHune CManonaManeanepa KaK 1 APYrmx Xpomoc
3abornesaHuin, otcyTcTByeT. MaumeHTan pOBca,u,ﬂT TOINbKO CUMMTOMAaTUYECKY

Tepanuio. J
C MOMeHTa NOCTaHOBKM umarHosa Ha3le ro\r O>K‘|/|3HeHHy}O rOpMOHaIbHY0

Tepanuio npenaparami TeCToCTEROHE KOW nonoBown ropmoH). PaHHee Havya
rieyeHust noMoraeT n3bexatb MHQ *HUIM cMHapoma:

- YnyulleH1e BHELLHero Buaa, npidaHm € ﬂ AEype MyKenofoGHOCTY;
-~ YryJlueHVe NonoBOW XU3HU; | 1.-_,"

St

e3Bl/IB ElEs rnHekomactum
» e6y et epaTuBHaA KOppeKLUUS;

- [lpodunaktnka ruHekomactTuu. [Npp
ropMoHanbHoe nevyeHne He adbdekT
Y/

[TpodomnakTmnka n nevyeHne Mol )OCH 1 ocTeonopoasa.




[1pOorHoa

[MpOrHO3 Ans XXM3HW NauneHTa 1 340poBbs ONaronPUATHLIN NPY
CBOEBPEMEHHOM U aieKBaTHOM JTeYEHUN.

[InutenbHoe BpeMa My>X4YNHbI C cMHOPOMOM KnanHdbensrepa cymtanuch
becnnoaHbiMnN U3-3a OTCYTCTBUS criepmaTto3ongoB. Ha gaHHOe BpeMs
bnarogaps ycnexam pernpoaykTUBHbIX TEXHONOMMN B OOSbLUMHCTBE

nauneHTbl MoryT umetb geten Yepes IKO.




